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‘Rare’ disorders in name only
T

hey are known as rare
diseases and disorders.
But they are huge in
number; there may 
be as many as 7,750 

types, according to European
sources such as orphan.net. 
And some affect as few as 20 to
30 Canadians.

Taken as a group, however,
at least one in 10 Canadians
suffers from a rare disorder,
and that is only the tip of the
iceberg. The numbers may 
be much higher. Many go
undiagnosed for years, so little
is known of them.

“They are only rare when
taken individually,” says Dr. 
Durhane Wong-Rieger, pres-
ident of the Canadian Organ-
ization for Rare Disorders
(CORD). “When you consider
them as a class, they have a far
greater impact than common
serious diseases such as dia-
betes, heart disease and even
cancer.”

And yet those who suffer 
these little-known disorders
such as Gaucher’s, Guillain-
Barre, Fabry’s or sickle cell an-
emia, often seem the forgot-
ten ones. If they are fortunate
enough to find a doctor who
can diagnose their illness,
they often must search to find
organizations to provide them
support, advice and informed
counsel on how to deal with
their disease.

Precious few have a ready
cure. Treatment is often un-
available or so costly that prov-
incial drug benefit plans refuse
to pay for it.

“It is high time that we,
as a nation, ask ourselves
what values we hold,” says Dr. 
Wong-Rieger. “I believe that,
as a society, Canadians place
equal value on all lives; that 
we believe everyone should
have equal access to the treat-
ment necessary to preserve
and maintain quality of life.

 “That is why we created
CORD; it is the voice of all
those Canadians desperately 
needing help facing their rare
diseases and disorders.”

CORD is a chorus of individ-
ual voices, a rainbow coalition
for all rare disorders. It has
200 individual members, most 
of them members of support 
groups for rare diseases, and
up to 30 corporate sponsors.

While it operates on a shoe-
string budget, it has begun to
develop considerable clout in
areas such as newborn screen-
ing for genetic diseases and in
advancing the cause of a made-
in-Canada orphan drug policy.

“We are almost the only
industrialized country that
does not have in place a policy 
to encourage the research and
development of so-called or-
phan drugs, ones that address
rare diseases,” says Dr. Wong-
Rieger. 

CORD is also promoting
development of a national
orphan drug policy. Vancouver 
Liberal MP Don Bell has taken
up the challenge and is propos-
ing a wide-reaching motion to

study CORD’s recommenda-
tions, with the government re-
porting back to Parliament on
progress within six months.

Dr. Wong-Rieger notes the
success of national orphan
drug and rare disease policies
in the United States and Eur-
ope. Canada needs to follow
their lead and improve on it,
she says.

The U.S. experience has
shown the value of devoting
time, effort and cash to rare
diseases, says Stephen Groft,
director of the office of rare dis-
eases at the National Institutes
of Health in Washington, D.C.

U.S. orphan drug legisla-
tion has helped bring to
market 310 new products that 
might otherwise never have
existed and has saved the lives
of millions of people, he says.

“The big challenge now is
getting organized to collect 
information on rare disease
populations,” he says. “With
that in hand we can begin to
create ways to conduct clin-
ical studies internationally.”

His office is working with 10
consortiums of researchers to
help stage the studies, he says. 
“We are making significant 
headway but need a concerted
effort by all stakeholders.”

Canada has a rare opportun-
ity to establish a leadership
role in research and develop-
ment of drugs addressing rare
disorders, suggests Peter Bren-
ders, president of BIOTECan-
ada, the national biotechnol-
ogy industry association.

“Right now, there is an
ebb and flow in many coun-
tries when it comes to drug
research and development,
especially where rare diseases
are concerned,” he says. “The
United States and Europe are
tightening regulations. That
means if Canada adopts a com-
prehensive orphan drug policy,
it could attract research and
development here.”

He points out that Canada
already has 47 companies with
early stage drug products in
development, many of them
directed at orphan diseases.

“Our problem at this
moment is they are forced to
take research and develop-
ment offshore to countries that 
actively support the creation of
orphan drugs,” he says. “What
we often forget is that there is
much more than specific new 
therapies involved. There is
the lasting intellectual capital
gained through the research
and development process.”

The key to creating a
national policy lies in raising
public awareness and mobiliz-
ing support groups to actively 
lobby for and publicize the
need, Mr. Brenders says.

That is where CORD plays
a vital role, says Dr. Wong-
Rieger. “It is all too easy to
ignore the pleas of 20 or
even 1,000 people among a
population of 35 million,” she
says. “But taken as a group,
one of every 10 Canadians
faces an uncertain future.
Our goal is to remedy that.”

RARE DISEASE DAY

More than 20 nations, in-
cluding the United Kingdom,
France, Germany, Italy, Spain,
Denmark, and Belgium, are
celebrating the First Inter-
national Rare Disease Day on
Feb. 29 with royal proclama-
tions, parliamentary debates,
clinical forums, televised
programs, and media events. 
Canada is the only official non-
European participant. 

Given the rarity of Feb. 29, it
seemed the perfect day to raise
awareness of the rare disorders
and diseases and, more import-
ant, to urge international and
national action to deal with
these severe and often life-
threatening disorders. Long
neglected, these disorders are
finally making their way to the
forefront of medical research
and clinical treatment.  Some
of the most innovative and
exciting discoveries are hap-
pening in the areas of rare
disorders but most suffer from
a lack of funding and compre-
hensive action. 

France was the first country
to launch a national program
on rare disorders, committing
hundreds of millions of euros
to the four-year initiative,
which is being reviewed for
renewal. The European
Commission is now under-
taking consultation toward a
European-wide initiative. 

Feb. 29 could mark the
beginning of new hope for all
those with rare disorders.

Dr. Steve Arshinoff examines Alexandra Pon. The opthamologist says Canada must develop a comprehensive policy on treating rare disorders.

CANADA FAILS
RARE DISEASE

VICTIMS: EXPERT
For Dr. Steve Arshinoff, rare
diseases have become extra-
ordinarily commonplace. He
is an opthamologist with the
Canadian National Institute
for the Blind’s Ontario Medic-
al Mobile Eye Clinic. As such,
he spends his days treating
patients in remote and rural
communities through North-
ern Ontario, communities
and hamlets where no regular
health care is available.

“They might never have

seen an eye doctor before, or 
at least not in many years,” he
says. “The result is that I regu-
larly see diseases and condi-
tions that have never been
diagnosed or treated, some of
them quite rare.”

For many, his visits can
mean catching a disease in its
early stages; for others, refer-

ral to a southern Ontario facil-
ity. But, for many, there is only
an uncertain future. Canada’s 
lack of a national comprehen-
sive strategy toward diagnosis
and treatment of rare diseases
means there is no mechanism
to pay for the expensive treat-
ments they will need, he says.

“The sad fact is that we
have set limits on health care
budgets. Money goes to dis-
eases suffered by the many,
not the few,” he says. “If more
money is available to treat 
cataracts, that usually means
less is available for cornea
transplants.

 “The money goes where
the votes are.”

Those diseases can run
from something such as gyr-
ate atrophy, which affects the
retina and has an identified
patient population of just 
five in Canada, to neurofibro-
matosis, the Elephant Man’s 
disease, which affects a few 
thousand, Dr. Arshinoff says.

Elephant Man’s disease
causes benign tumors to
spread and grow unchecked
over various areas of the body,
including the eyes.

See RARE on Page JV6

‘The sad fact
is that we have

set limits on health
care budgets’

A RARE DAY FOR VERY SPECIAL PEOPLE

Make Feb 29, 2008, 1st International Rare Disease Day,

the start to a "Chance for Life" for Canadians with Rare Disorders.

Ask your Member of Parliament to support the Chance for Life Fund.

National Office:
Canadian Organization for Rare Disorders
151 Bloor Street West, Suite 600
Toronto, ON M5S 1S4 Canada
Phone: (416) 969-7464 Toll Free: (877) 302-7273
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SUPPORT GROUPS
FILL IN THE GAPS

Support groups have become
the mainstay for information,
counselling and education
for the thousands of Canad-
ians and their families living
with a rare disorder, says Dr. 
Durhane Wong-Rieger, pres-
ident of the Canadian Organ-
ization for Rare Disorders.

With more than 7,000 rare
disorders identified to date,
plus newly discovered ones
appearing each year, the med-
ical profession is hard-pressed
to keep up with diagnosis,
treatment and providing
information to patients and
their loved ones. The result is
that grassroot support groups 
spring up across Canada. As 
they identify others shar-
ing their disease, those tiny 
groups — often started in the
basement of a family home
— grow, expand their services,
connect with similar groups
in other countries and, some-
times, become a powerful
voice advocating for patients.

The growth of the Internet 
has made their task easier,
Dr. Wong-Rieger says. So has
a strong national coalition
group such as CORD.

Here are some support 
groups making a difference:
❚ Lupus Canada (www.lupus-
canada.org). Once considered
rare, lupus in its varied forms
now affects an estimated
50,000 people across Canada,
says chief operating officer 
Judi Farrell. The national
organization now has nine
local branches and it is in the
process of organizing support 
groups for patients and peer-
to-peer training through an
Ontario government grant.

“It is often called the dis-
ease with 1,000 faces,” she
says. “It is an auto-immune
disease where the body’s 
infection fighters turn on
almost any organ. There is
no known cause but women
seem to be more affected than
men and there are higher
numbers among Aboriginals,
Hispanics and Asians.”

While there is no cure,
physicians treat the symp-
toms with a variety of drugs,
diet and lifestyle changes such
as avoiding exposure to sun-
light for some with a specific
type of lupus.
❚ Canada Cystic Fibrosis
Foundation (www.cysticfibro-
sis.ca). Cystic fibrosis affects
about 3,500 Canadians start-
ing at birth, and only half live
to reach their late 30s, says 
Cathleen Morrison, chief exec-
utive officer of the Canada
Cystic Fibrosis Foundation. 
With this inherited disease,
water does not escape from
cell walls and clogs cells with
chloride deposits. The body
also does not produce en-
zymes needed to digest food.

“Patients need two hours
each day for physiotherapy,
exercise and medications to

address the symptoms, such
as those that stimulate the
pancreas, and aerosol inhalers
to fight infection and clear the
lungs,” Ms. Morrison says. The
cost can range from $24,000
to $60,000 a year, and not all
provinces subsidize all parts 
of treatment.

While the Web site offers 
brochures and other vital
information, the foundation
is now looking at new ways of
reaching patients such as Web
casts. “The problem is that 
because of their susceptibility 
to infection, patients must 
avoid contact with others who
have the disease or anyone
who might pass an infection
on to them,” she says.
❚ Scleroderma Society of Can-
ada (www.scleroderma.ca).
Up to 16,000 Canadians suffer 
from this once relatively rare
disease, says Grant Dustin,
secretary-treasurer of the
Scleroderma Society of Can-
ada. “There are about as many 
as with multiple sclerosis,” he
says. Scleroderma is a harden-
ing of the body’s connective tis-
sues and can present in almost 
as many ways as lupus, he says.

“There is no cure and no
single treatment. You must 
simply deal with the symp-
toms,” Mr. Dustin says. The
society started in 1999, as
local support groups began
joining together to share
information and resources. 
It now offers seven different
brochures, a quarterly news-
letter and annual conferences
and symposiums.
❚Guillain-Barre Syndrome
Foundation of Canada Inc. 
(www.gbsfi.ca). Guillain-Barre
sees the body’s infection-fight-
ing systems turn on the myelin
sheathing that covers muscles.
Unchecked, it can stop breath-
ing or result in paralysis, says 
Susan Keast, a director. About 
600 people in Canada have
various forms, which can be a
simple as a single occurrence
or chronic in nature.

“The biggest need is sup-
port for patients and families,” 
Ms. Keast says. “We now have
35 volunteers who go into hos-
pitals, clinics and schools, and
talk with patients themselves
about their own experiences.”

The foundation works with
its international counterpart 
in the United States to pro-
vide brochures, DVDs and a
twice-a-year newsletter. This 
year, the Canadian foundation
is also giving a trio of $1,500
grants to young researchers to
allow them to travel to confer-
ences of their choosing. In re-
turn, they commit to writing
an article for the newsletter.

“Last year, we raised
$10,000 through a walkathon. 
This year, we hope to do the
same, if not more, through
a golf tournament. Raising
funds is always crucial to
groups like this,” she says.

There are just 250 of them
across Canada, and they 
shoulder a Herculean task. 
Canada’s genetic counsellors
face the daily challenge of
informing, educating, coun-
selling and helping diagnose
rare diseases and disorders in
families.

They are on the frontline of
treatment and often the only
knowledgeable people whom
families can turn to for help in
understanding rare diseases
and the impact on them and
their loved ones.

To understand the com-
plexity of their work and its
importance, start with the
number of rare diseases iden-
tified to date. The European
www.orphan.net (http://www.
orphan.net) site lists about
7,750, although it has informa-
tion on only 3,800 of them.

Then, consider the impact 
their work could have on the
future of families. Genetic
counsellors may get involved
in helping couples decide to
continue with a pregnancy if
the baby has tested positive
for disease or defect, says Jen-
nifer Fitzpatrick, director of
the Master of Science program
in genetic counselling at 
McGill University in Montreal. 
They may help find treat-
ment, identify support groups
or help patients and their

families understand what the
future may hold.

Then, look toward the
future. Massive gains made
unravelling the mysteries of
the human genome mean the
medical community is begin-
ning to understand the impact 
of specific chromosomes on
disease. We are now able to
screen at birth for hereditary 
conditions. We are able to
do pre-natal testing for the
chances a baby will carry one
of those diseases. We are even
able to begin screening entire

communities for susceptibility 
to common diseases such as
type 2 diabetes.

 “Genetic counselling is
growing rapidly in import-
ance, and demand is huge,”
says Gail Ouellette, a counsel-
lor in private practice at 
Procrea Clinic in Montreal. 
“Rare diseases, for example,
will be a growing problem for
three reasons. First, we face
an ageing population and
some rare disorders affect the
elderly more than the young.

“Second, with an increase in
immigration, disorders specific

to ethnic populations, such as
sickle cell anemia, are on the
rise, and third is the fast pace of
discovering new disorders.”

One of those developments 
is the appearance in the
United States of private lab-
oratories, which will do gen-
etic testing through a simple
mouth swab, she points out.

“Those labs track the gen-
ome and can come back with
reports that suggest things
such as the patient has a 20%
higher susceptibility to Alzhe-
imers,” Ms. Fitzpatrick says.

The hardest part of the job
is finding support systems for
patients, which can end their
sense of isolation, says Ms. 
Ouellette. “In some cases, such
as Pompe’s disease, there are
only 12 patients identified in
Canada,” she notes.

Another is finding medica-
tions and therapies that may 
provide relief, if not a cure.

 “While there are well over

7,000 rare disorders identified
to date, programs such as the
U.S. Orphan Drug program
has only produced 310 drugs,” 
she adds.

The counsellors staff 12
regional genetic centres
across Canada and also
maintain private practices. 
They work with teams of
physicians, specialists, nurses
and dieticians in an effort to
provide one-stop solutions
to patients and families with
rare disorders.

A significant brake on
meeting demand, however,

is that only four universities
— McGill, the University of
Toronto, the University of
Montreal and the University
of British Columbia — offer 
the two-year post-gradu-
ate course to train genetic
counsellors, and each of them
limits the class size to just four
students.

 “The course is so intensive
and there is so much clinical
work involved that none of
the schools has the resources 
to expand the program,” Ms.
Fitzpatrick says.

One of the profession’s 
current concerns is finding a
way to deliver counselling to
communities as well as indi-
viduals, she says. Traditionally,
counselling involved 90-
minute sessions with families
but as the ability to screen
for and identify susceptibility 
to more common diseases
increases, those intensive ses-
sions are proving impractical.

“We are trying pilot pro-
grams such as community 
screening in Chicoutimi,”
Ms. Fitzpatrick says. “We can
now screen large numbers
of people, hold information
sessions for them and then do
follow-up with families where
susceptibility to disease has
been identified.”

While counsellors readily
agree that Canada currently 
lacks an overall program to
identify, diagnose, counsel
and provide easy access to
medication for those with rare
diseases, they remain optimis-
tic that research can, and will,
make gains in the future.

“We could have a very 
different future for those with
rare disorders made possible
by science and medicine,” Ms. 
Fitzpatrick says.

Front line
of treatment

‘Genetic counselling is growing rapidly
in importance, and demand is huge’

Jennifer Fitzpatrick of McGill University says genetic counsellors serve a vital role in helping sufferers of rare disorders
and their families cope with their afflictions.

Aplastic Anemia and Myelodysplasia
Association of Canada

11181 Yonge Street Suite 321, Richmond Hill, ON L4S 1L2
Phone: 905-780-0698 or toll-free at 1-888-840-0039

Fax: 905-780-1648 Website: www.aamac.ca
Charitable # : 87557 2265 RR0001

Our Mandate
• Inform the public about

aplastic anemia and myelodysplasia
(also called myelodysplastic
syndromes)

• Provide a nation-wide support
network for patients, families
and medical professionals

• Promote Canadian Blood
Services blood programs and
the unrelated bone marrow
donor registry-OneMatch

• Raise funds for medical research

Lupus Canada Vision:
Life without lupus.

Lupus Canada Values:
The following values serve as
guidelines for our conduct and
behaviour as we work toward our
vision and mission:
Quality of service
Equal access for all individuals
Accountability and transparency
Dignity and respect for all individuals
Collaboration and consultation

590 Alden Road, Suite 211

Markham, Ontario L3R 8N2

Canada Wide: 1-800-661-1468

(905) 513-0004

Fax: 905-513-9516

lupuscanada@bellnet.ca

www.lupuscanada.org

Lupus Canada is a national voluntary organization
dedicated to improving the lives of people living with
lupus through advocacy, education, public awareness,
support and research.
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The Canadian
Organizat ion for Rare
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WOULD LIKE TO TAKE THIS OPPORTUNITY

TO THANK ALL OUR SPONSORS

for helping us ensure that Canada becomes
a world leader in research, development and
healthcare delivery for patients with rare disorders.

Without your voice…these patient

lives would have been lost.

There are up to 7,000 rare disorders affecting nearly

10% of the Canadian population. Many are serious

and life threatening.

Thanks to advances in medical science, many can

now be treated to improve quality of life, prolong life,

and even allow some to lead near-normal lives.

Phone: (416) 969-7464
Toll Free: (877) 302-7273

National Office:
Canadian Organization for Rare Disorders
151 Bloor Street West, Suite 600
Toronto, ON M5S 1S4 Canada
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AboutFace International
www.aboutface.ca

Acoustic Neuroma Association of Canada
www.anac.ca

Alpha-1 Canada
www.alpha1canada.ca

Anemia Institute for Research & Education
www.anemiainstitute.org

Aplastic Anemia Myleodysplasia
Association of Canada
www.aamac.ca

British Columbia
Neurofibromatosis Foundation
www.bcfn.bc.ca

Canadian Association for Tay-Sachs
and Allied Diseases
www.catsad.ca

Canadian Association of Pompe
www.pompecanada.com

Canadian Chapter of the National
Niemann-Pick Disease Foundation
www.nnpdf.ca

Canadian Cystic Fibrosis Foundation
www.cysticfibrosis.ca

Canadian Fabry Association
www.fabrycanada.com

Canadian MedicAlert Foundation
www.medicalert.ca

Canadian Multiple Endocrine
Neuroplasia Type 1 Society Inc
www.mensociety.com

Canadian Neuropathy Association
www.canadianneuropathyassociation.org

Canadian PKU and Allied Disorders
www.canpku.org

Canadian Society for Mucopolysaccharide
and Related Disorders
www.mpssociety.ca

CHARGE Syndrome Canada
www.chargesyndrome.ca

Chromosome 22 Central
www.c22c.org

CNIB
www.cnib.ca

Dysautonomia Foundation
(Toronto Chapter)
www.familialdysautonomia.org

Dystonia Medical Research
Foundation Canada
www.dystonia-foundation.org

Fanconi Canada
www.fanconicanada.org

Foundation for Prader Willi
Research Canada
www.fpwr.ca

Guillian-Barre Syndrome
Foundation of Canada
www.gbsfi.com

Lupus Society of Alberta
www.lupus.ab.ca

MLD Foundation
www.mldfoundation.org

Portail Quebecois des Maladies
Genetiques Orphelines
www.pqmgo.org

Save Babies Through Screening
Foundation of Canada
www.savebabiescanada.org

Scleroderma Society of Canada
www.scleroderma.ca

Seed of Life Philanthropic Organization
www.seedoflifepo.org

Thalassemia Foundation of Canada
www.thalassemia.ca

Wegener's Granulomatosis
Support Group of Canada
www.wgsg.ca

XLH Network of Canada
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